INTRODUCTION
P almoplantar keratoderma (PPK) is a heterogeneous skin disorder caused by various hereditary and acquired conditions. Mutations in structural proteins underlie most of the PPKs. One of the inherited PPK is Vohwinkel syndrome (VS), an autosomal transgradient keratoderma caused by connexin 26 mutations, characterized clinically by starfish-shaped keratosis and deafness.
Its variant known as Camisa syndrome (now known as loricrin keratoderma [LK]) is caused by mutations in the gene encoding loricrin. [1] Loricrin is the major protein constituting cornified cell envelope, a structure formed during terminal differentiation of keratinocytes. [2] Loricrin gene mutations result in phenotypically heterogenous presentations such as progressive symmetric erythrokeratoderma, [3] LK (variant of VS), [4] [5] [6] and congenital ichthyosiform erythroderma. [7] LK is bullous lesions in the baby. Examination of the baby revealed diffuse loosely adherent scaling on the whole body [ Figure 1a and b]. On follow-up visits, infant's scaling improved markedly but PPK persisted. Clinical possibility of congenital ichthyosiform erythroderma was kept.
Further, probing into the family history revealed that mother herself had markedly thickened palms and soles since her childhood. No such complaints were present in any of her other family members. Exact timing of onset was unknown to the patient. Her birth history was not available. Examination showed diffuse well-demarcated symmetrical honeycomb-like PPK with multiple painful fissures, pseudoainhum affecting bilateral little fingers and sclerodactyly affecting bilateral thumbs [ Figure 2a and b]. Skin overlying knuckles and proximal interphalangeal joints revealed hyperkeratosis [ Figure 2c ]. There was no sensory loss or motor weakness in the fingers. There were no ichthyosiform lesions on the rest of her body. No abnormalities of eyes, nail, hair or teeth were detected on examination. There was no evidence of hearing loss. Clinical findings were consistent with LK.
Punch biopsy from mother's hand revealed marked orthokeratosis, mild papillomatosis, and normal granular layer in the epidermis. Sparse lymphocytic inflammation in the papillary dermis was seen. There was no evidence of epidermolytic hyperkeratosis. The histopathological findings were consistent with keratoderma [ Figure 3 ]. Gene analysis was not done as the patient could not afford the cost involved and non-availability of the test at our hospital.
Keeping history, clinical and biopsy findings into mind, the final diagnosis was revised to LK with ichthyosis. The mother reported improvement with the use topical emollients and keratolytics.
DISCUSSION
Loricrin is a glycine-serine-cysteine-rich protein, synthesized in stratum granulosum layer of the epidermis. [9] It migrates to the cell periphery in the outermost layer of granular layer and gets deposited beneath the cytoplasmic membrane after getting cross-linked to proteins such as involucrin, small proline rich-proteins, elafin, repetin, and other proteins resulting in the formation of cornified envelope.
Loricrin keratoderma has also been described as a cause of congenital ichthyosiform erythroderma and collodion baby. [7] This may also explain the clinical presentation in the baby in our case. However, the history of collodion baby was lacking in our case. The common clinical features reported in LK patients include palmoplantar honeycomb keratoderma and ichthyosis, but in our case mother lacked ichthyotic changes. [1] The three most common LOR mutations reported include 730insG, 662insT, and 709insC in eleven LK families. [10] Due to limited resources, we could not delineate the underlying gene mutation in our case.
Treatment with keratolytics, emollients, oral retinoids, and curettage has been tried for PPK. However, every treatment modality is only symptomatic, and none is curative. Excision followed by skin grafting has been successful in a small number of patients. Pseudoainhum is amenable to plastic repair, which can help in protecting underlying neurovascular structures to avoid autoamputation. At present, no gene therapy is available for the management. All patients should receive genetic counseling as LK is an autosomal disorder and there is 50% chance of passing the trait to the next generation.
To conclude, our case represents a rare presentation of LK in the form of ichthyosiform erythroderma with typical features of LK. To the best of our knowledge, this is the first case of its kind being reported from India.
